To evaluate if in triploid pregnancies prenatal phenotypical presentation can predict parental origin. Moreover, the added value of the combined test was also analyzed.
Objective
To evaluate if in triploid pregnancies prenatal phenotypical presentation can predict parental origin. Moreover, the added value of the combined test was also analyzed.
Methods
We performed a retrospective, multicenter cohort study that included all triploid pregnancies diagnosed between 2001-2018 in the Amsterdam UMC location AMC and between 2001-2016 in Amsterdam UMC location VUMC. Prenatal and postnatal parameters were collected from medical records.
Fetal anomalies and extra-fetal anomalies on ultrasound were systematically reviewed. Prenatal sonographic features (phenotypes) were compared to parental origin as confirmed by DNA analysis.
Results
One hundred and twenty triploid pregnancies were identified. In 86 cases (72%) anomalies were detected before 18 weeks' gestation. Main indication for referral in the first trimester was an abnormal combined test compared to IUGR and fetal anomalies in the second and third trimester. Brain, limb and cardiac anomalies were the most common anomalies present in respectively 51 (43%), 48 (40%) and 35 (29%) cases. Parental origin was confirmed in 46 cases (38%) by DNA-analysis. Triploidy of maternal origin was associated with severe intra-uterine growth restriction with a high head to abdominal circumference ratio (HC/ AC > 95 percentile), a thin placenta and low PAPP-A levels (median 0.05 MoM). Triploidy from paternal origin was associated with an increased nuchal translucency, placental molar changes and a high free β-hCG (median 4,70 MoM). In all cases the sonographer was able to predict the parental origin based on phenotypical presentation on ultrasound.
Conclusion
Suspicion of a triploidy should rise in case of intra-uterine growth restriction in combination with the presence of fetal anomalies, a large discrepancy between the HC and AC (HC/AC ratio > p95) and placental molar changes. Moreover, triploidy can also present with an abnormal first trimester combined test with serum levels on the extreme end. Paternal and maternal triploid pregnancies show distinctive features on ultrasound. The present data indicate that it is possible to make a proper assessment of the parental origin of triploidy based on prenatal sonographic features and expensive DNA analysis is unnecessary.
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